In the past 20 years, there has been increasing interest in bone dysplasias. This is reflected in the number of recent new books largely or entirely devoted to the subject.1-9 It has been recognised that this group of disorders comprises numerous distinct entities, the classification of these disorders being based primarily on the radiographic appearances.
The rapid evolution in the recognition and delineation of bone dysplasias led to a good deal of confusion when attempts were made to classify these disorders. In Received for publication 12 July 1980 unlikely that one person will meet with more than one or two examples during his professional career.
Furthermore, some of the conditions included in this group are still not very clearly defined entities and are often genetically or biochemically heterogeneous and of uncertain aetiology and pathogenesis, adding to the difficulty of recognition. The establishment of bone dysplasia registries such as those of Maroteaux in France and Spranger in Germany has facilitated the accumulation of material and the delineation of many of these conditions. The purpose of this paper is to explain how the Registry is run, the aim being to help those whom it is hoped will set up similar registries elsewhere. Specially included is a list of cases in the Registry, partly to give an idea of the kind of material to be expected when setting up a registry, but also because the material remains available for further study. Functions and evolution of the Registry EDUCATIONAL There seems little doubt as far as individual members of the panel are concerned, particularly those most closely concerned in the organisation of the meetings and the running of the Registry generally, that its existence has stimulated their interest in the subject. Their knowledge of the diagnostic aspects of this group of diseases has become more complete, even if, as yet, it amounts in the case of some conditions to little more than a recognition of ignorance.
DIAGNOSTIC
The number of cases referred increased as knowledge of the aims and existence of the Registry became more widely known. As part of the Registry's function, a diagnostic service has been provided for Bristol and the south-west region.
RESEARCH
For each recognised clinical condition case material is being accumulated which can be used as a source for further investigation or as a standard with which new cases can be compared. Where possible, pathological material, such as tissues removed at operation, teeth, fibroblasts, blood, and urine, is being preserved for future histological and biochemical use.
There are, of course, major difficulties inherent in a study of the histopathology and histochemistry of this group of diseases, not least the lack of biopsy or necropsy material and the varying nature of the pathological changes involved.
Problems and discussion
DATA RECORDING Information about patients is recorded by the clinician on a lengthy four page pro-forma. Completion of these forms was often incomplete, partly because some of the clinical data requested were not available. There is debate about whether a shorter form might be preferable, making the handling of data simpler, but the view was that such data as were available should be recorded.
A follow-up form was sent to the referring clinician or the GP or both about 2 years after the initial referral. This sought information about any clinical change and about any further investigations on other affected family members.
Data were transferred to a seven-page form and were coded so as to be suitable for card punching and computer storage. The key was held by a clinician.
ETHICS
Patients were not informed by the Registry that they had been registered, the decision about this being left to referring physicians. In the cases in which we personally came into contact with the families, the gratitude of the patients for attaching a particular diagnostic label was often out of all proportion to the possible benefits this entailed. As Asher13 wrote:
"However uninformative the name of his illness may be, a patient feels his foe is partly vanquished once he knows its name".
Access to the material of the Registry was through the Secretary but it was understood that direct access to the patient or his family could only be made with permission of the referring physician and the general practitioner.
AGE OF CASES
There was a strong paediatric bias in the material collected. No adult physician was on the panel. It is likely that if there had been a full-time clinical geneticist in the region then more adult cases would have been referred to the Registry. There was also a lack of fetal material, although one of us developed a non-radiological technique for studying the skeleton of fetuses (see page 262).
USE OF THE MATERIAL FOR RESEARCH
In general, the aim to collect biochemical material for future study did not succeed. Further, relatively little research was done on the collected material which remains available.
DENTAL ASPECTS
It is becoming clear that the dental and oral manifestations of many bone dysplasias are as distinctive as the other clinical features and a registry without strong dental support would be incomplete.
The teeth are unlike any other organs in the body in that they retain in their ectodermal or mesodermal components evidence of disturbances in pre-and postnatal development which can be demonstrated many years later. The record is sometimes observable clinically but may require special histological investigation of extracted or shed teeth. Unfortunately, the lack of accurate information about the dental status in many case reports has reduced their potential value. The incidence of dental defects and errors of eruption in bone dysplasias is inadequately documented and thus the diagnostic value of the dentition as an aid to determining the time of onset or the type of dysplasia needs further investigation.
Just as scarce in published reports are records of measurements of the craniofacial dimension of patients with bone dysplasias. Many potentially useful linear and angular measurements can be obtained from cephalometric radiographs,"4 and the introduction of three dimensional skull measurements might increase the value of this type of examination. Craniofacial abnormalities in bone dysplasias need accurate recording if their diagnostic value is to be properly assessed and used.
DERMATOGLYPHS
Unfortunately dermatoglyphs were not recorded in all cases. However, they were found to be of specific interest in detecting syndactyly and symphalangism, possibly in dating the onset of the dysplasia, in studying asymmetry in dysplasias, and very rarely in providing specific diagnostic features."5
CLINICAL SERVICE AND GENETIC COUNSELLING
In bone dysplasias a firm diagnosis is essential for a meaningful prognosis and effective genetic counselling.16 17 The most useful result of the Registry was the provision of a diagnostic label to referring paediatricians and orthopaedic surgeons. Patient counselling was done by the referring clinician, although in recent years a counselling service for children of short stature because ofbone dysplasia has developed, involving mainly an orthopaedic surgeon and a medical social worker.
Where specific genetic information was available this was also passed on to the referring doctor. Ideally, however, many of these patients would have been seen by a clinical geneticist. In theory any doctor should be able to ascertain a full family history. In practice, however, this may not happen, and frequently details of family history given to the Registry were brief and sketchy. Further, the person looking into the family history needs to be aware of minor forms of the disorder that may be present in relatives, for example the abnormal skull shape found in osteogenesis imperfecta.
EPIDEMIOLOGY
The material collected represents an unknown proportion of the total number of cases in the community, so that no data on disease incidence can be given. The classified cases do give some information about the relative frequency of the disorders listed, with any bias probably favouring the very rare and bizarre, since in these diagnostic assistance was often sought. 
Conclusion
Not all the aims of the Registry have been fully realised yet. However, a useful clinical service has been provided and much local interest has been stimulated. Full research use of the material collected is awaited. The Registry will continue to fur-ction, and is prepared to receive material from both inside and outside the south-west region, although it is hoped that this paper will stimulate those in other regions to establish registries of their own.
